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- For clinical datasets or third party data, please ensure that the statement adheres to our policy
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Data generated in this study are provided in the Supplementary Information/Source Data file. The RDconnect Genome-Phenome Analysis Platform (GPAP) data are
available under restricted access, which can be obtained by validated users via the platform at https://platform.rd-connect.eu/.

For statistical analyses of network and disease characterization, sample sizes are provided in figure legends and in the Methods. For patient
data, we include all patients with known causal genes for both cohorts in consideration.

No data were excluded in the study.

Study does not involve experimental results that require replication. Since the study uses biological samples of patients with unique clinical
phenotype and genetic profile, biological replication is not possible and not relevant.

Randomization is not relevant to the study as there was no group allocation involved.

Blinding is not relevant to the study as there was no group allocation involved. Genome analyses are ascertained to be blind.




